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There are several well-known congenital malformation syndromes associated with CDH. These include trisomy 13, trisomy 18, trisomy 21, Turner syndrome, Fryns syndrome, Pallister-Hall syndrome, Cornelia de Lange syndrome, Saal-Bulas syndrome and GershoniBaruch syndrome. 3 -5 The trisomies and Turner syndrome are easily diagnosed. Fryns syndrome is an autosomal recessive condition consisting of CDH, brachytelephalangy (short distal phalanges) with nail hypoplasia, cleft lip, cystic renal disease and coarse facies. 6 Pallister-Killian syndrome or tetrasomy 12p is associated with CDH, anorectal malformation, typical facies, and supernumerary nipples. 7 Severe motor and mental retardation and skeletal anomalies characterize the Cornelia de Lange syndrome. The Saal-Bulas syndrome consists of ectrodactyly, CDH, agenesis of the corpus callosum, and heart disease. 5 The Gershoni-Baruch syndrome consists of CDH, omphalocele, radial ray defects, and hepatic cyst. 5 A syndrome of diaphragmatic hernia, exomphalos, absent corpus callosum, hypertelorism, myopia, and deafness is believed to be an autosomal recessive condition. 8 There are at least four malformations that preferentially associate with CDH. 2 These are (a) polysplenia syndrome, (b) ipsilateral limb reduction, (c) omphalocele and (d) caudal dysgenesis with costovertebral anomalies. Seven other malformations are associated with Bochdalek hernia, although this association is not thought to be preferential. These are cleft lip/palate, imperforate anus, esophageal atresia, microphthalmia, holoprosencephaly, nail hypoplasia, and microcephaly. 2, 9 The limb reduction noted in our patient is more severe than that noted in many of the other reported patients. The limb reductions previously described have included severe phocomelia with small ossicles and digits articulating with a hypoplastic scapula, hypoplastic humerus and forearm, absent radius and missing digits, and hypoplastic forearm and digits. 5, 9, 10 In our patient the homolateral limb reduction was essentially complete. Only a malformed scapula was present on the left side. The significance of the renal cysts in this patient is not certain because no other anomalies were identified.
The so-called sensitive period for malformations of the arm (26 to 36 days' gestation), and diaphragm (28 to 48 days) overlap significantly. It is believed that a defect in neural crest development of the cervical somites occurs that leads to the combined limb deficiency and CDH. The reason the limb reduction is homolateral to the Bochdalek hernia and therefore, in all reported cases on the left is not certain although asymmetry in the development of the vessels of the cervicothoracic region embryologically may be the basis because an injury to the neural crest in the embryonic cervical region during the critical period would result in developmental deficiency of the arm and diaphragm. 
